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Transmitted by parent, affected sib untested n/a a 1&3 = isoform 1 and 3 only; 1&2 = isoform 1 and 2 only; 3 = isoform 3 only. Where no superscript indicated, exon is represented in all 3 isoforms and numbering is given for isoform 1. Figure S1 . The TCF20 transcript contains a previously unannotated first exon that encodes an alternative untranslated region. The upper panel shows alignment of sequence obtained via Sanger sequencing of a PCR product amplified from cDNA (1) with sequence from a genomic location ~68,400 bp 5 of the previously annotated first exon of TCF20 (2) and the region of the first exon which shows contiguity with this sequence (3). The chromatogram from sequence 1 is denoted 1* while the genomic location of the novel first exon is labelled 2* and the 5 region of the previously annotated first exon is denoted 3*. The location of the identified exons within the genomic sequence are shown in 2* and 3* denoted by uppercase blue lettering. Note that there is a canonical GT splice donor immediately 3 of the novel exon 1 sequence (lower case underline in 2*) and an AG splice acceptor 5 of the exon 2 sequence (lower case underline in 3*). The ATG encoding the initiating methionine is also underlined (upper case lettering) in the upper and lower-right panels.
